This paper describes the case of an 11 year old girl who presented with mixed connective tissue disease which was complicated by the development of pulmonary hypertension. This case is unique with respect to the young age of onset, the serial non-invasive method used to follow the disease process, and the favourable response to treatment with vasodilator and anti-inflammatory drugs.
Case report An 11 year old Asian girl presented with mixed connective tissue disease, including fever, swollen hands, Raynaud's phenomenon, pleuro/ pericarditis, Coombs' positive anaemia, lymphadenitis and parotitis, circulating anticoagulant, restrictive lung disease, and intermittent changes in urinary sediment. The representative serological profile early in her course included an antinuclear antibody titre of 1/640 in a diffuse and speckled pattern, a positive ribonucleoprotein (RNP) titre of 1/4x106, an SM titre positive at 1/64, a latex fixation of 1/320, a negative titre for antibodies to double stranded DNA, a normal initial C3, but C4 markedly reduced at 75 mg/I. She was treated with salicylates and steroids, which resulted in clinical improvement despite a delay in growth with vertebral fractures and aseptic necrosis of the femoral head. Azathioprine was later added for disease control.
At 15 years of age an asymptomatic murmur was attributed to mitral valve prolapse, but no other abnormalities were seen by echocardiography. When she was 16 years old, one year after discontinuing azathioprine-treatment and decreasing the dose of steroids, an intercurrent respiratory infection indicated pulmonary hypertension, for which the steroid dose was increased.
Physical examination showed a small girl with an immature appearance and Cushingoid features, weighing 34 kg and with a blood pressure of 105/85 mmHg. Her skin was taut and dry and she had small tapered fingers and toes. There was an area of chronic ischaemic changes on her right foot and ankle. There was no Homan's sign, no lymphadenopathy, and no hepatosplenomegaly. There was no jugular venous distension, clubbing, cyanosis or oedema. Her lungs were clear and pulses strong. The right ventricular impulse was increased; the second heart sound was palpable at the left upper sternal border and was loud and single. There was an early systolic apical click and an intermittent grade 2/6 apical mid to late systolic 'whooping' murmur, but no diastolic murmur.
An electrocardiogram showed a right axis deviation of + 120°and non-specific T wave changes, but no definite chamber hypertrophy. A chest radiograph showed a normal heart size but a dilated main pulmonary artery shadow and an enlarged right ventricle. The lung fields were clear. An echocardiogram showed a dilated right ventricle and pulmonary artery with evidence of pulmonary hypertension by time intervals and pulmonary flow velocity timing ( *qod=every other day; qd=every day; tid=three times a day; bid=twice a day; qid=four times a day. and prostaglandins such as prostacyclin. 8 These drugs have had variable results. The patient in this study was treated with hydralazine, which during acute invasive drug testing was effective and was the better tolerated drug.
The prognosis of pulmonary hypertension is generally poor in most natural history studies,3 and not much improved even with the use of long term vasodilatation.'9 Therefore, this patient is unusual in that, with aggressive vasodilatation and treatment of the underlying disease, subjective and objective evidence of recovery from pulmonary hypertension was achieved.
